. Full list of genes captured in NGS panel. Figure S1 . An illustration of the PCR strategy designed to detect a large homozygous inversion. Primers are indicated by colour; OAT-1 (black), OAT-2 (red), OAT-3 (green) and OAT-4 (purple). Broken lines indicate genomic breakpoints. Circular arrows indicate an inversion event. The top illustration depicts how primers would anneal around the breakpoints in a control sample. The bottom illustration shows how the internal primers (OAT-2 and OAT-3) are shuffled in an inversion event to form new primer pairings, detectable by PCR analysis. Figure S2 . Confirmation of an OAT inversion using strategic PCR design. If the wildtype OAT sequence is present, the primer sets 1 + 2 and 3 + 4 can be used to generate a PCR product. If the inversion has occurred primer sets 1 + 3 and 2 + 4 can be used to generate of a PCR product. Unaffected patients is positive for products of a wildtype sequence. Patient H58 is positive only for inversion-specific 
